Partial trisomy 8p is a relatively frequent anomaly, especially as a result of an inversion duplication.' 2 The phenotype of inversion duplication (inv dup) 8p is well delineated, comprising profound psychomotor retardation, quite specific facial dysmorphism, and neurological and orthopaedic anomalies.'M ost reports on partial monosomy 21 q concern ring chromosome 21 . The phenotype is variable, owing to different breakpoints in 21q. A deletion 21q with the breakpoint near the telomere does not have major phenotypic effects. 6 ' In this paper two patients from one family are presented with partial trisomy 8p and a small partial monosomy 21 q resulting from a familial translocation. Their phenotypes differ significantly, although they have the same karyotype. We compare both patients with published reports on partial trisomy 8p and discuss the differences and possible explanations for these. Finally, the implications for genetic counselling of carriers of the balanced translocation are discussed. cation. The mother had one spontaneous abortion.
Materials and methods

CYTOGENETICS
Chromosomes were prepared from peripheral blood lymphocyte cultures using a modification of the synchronisation method of Dutrillaux and Viegas-Pequignot" by treatment overnight with thymidine, followed by incubation with 5-BrdU for six hours and ethidium bromide for 1.5 hours before harvest. Chromosome banding was performed by treatment with trypsin followed by staining with Giemsa to obtain a GTG banded pattern. at the q arm of the derivative chromosome 21
( fig 6C, D 8 10 34 Marked differences were found between patient 1 and patient 2. Patient 1 showed facial dysmorphism, short stature, and mild mental retardation, whereas patient 2 had no facial dysmorphism and normal height, but more severe mental retardation and neurological anomalies. A possible explanation for this observation is a different methylation pattern depending on the transmitting parent (genomic imprinting). However, there is no convincing evidence of imprinted genes on chromosomes 8 and 21. Both patient 1 and patient 2 had a sib who died in the first year of life with a congenital heart malformation. It is possible that they also had an unbalanced translocation, either the same as the present patients, or the opposite (partial monosomy 8p and partial trisomy 2 lq). Heart malformations have been reported in partial trisomy 8p (table 1) , as well as in partial monosomy 8p35 and in terminal deletion 21q. 10 
36
Risk of unbalanced offspring in carriers of a balanced reciprocal translocation depends on the length and genetic constitution of the exchanged segments. In our family both possible unbalanced karyotypes are probably viable, as a deletion 8p21l-8pter has been reported in several patients35 and it is unlikely that partial trisomy of the small terminal part of 21q predisposes significantly to early fetal loss, as even complete trisomy 21 is viable. Risk figures come from empirical data.37 A 20-25% recurrence risk for unbalanced offspring and a 25% risk for miscarriages seem appropriate for carriers of the balanced translocation in this family.
In conclusion, whereas inv dup(8p) causes a well defined phenotype, partial trisomy 8p resulting from a translocation is very variable. Dysmorphic signs, growth and mental retardation, and other anomalies can vary considerably even between family members with exactly the same karyotype, as the reported family shows.
